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|;s a 2ó»ycar-old woman I was asked by | 
sec in neurologiemi eoimdtation for hilateral proximal leg weakness. 
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I ^ i > a very active varsity athlete in high school and rowcd crow at 

for her Hrst year of college before giving it up to coneentrate 

on studios. Somewherc nround her junior and senior ycar of collegc she noticed 
sJighl wea.knesá in her legs but felt it was hecause she was not working out as 
much iis before, This has slowly progressed over the interveníng years, and she 
ínially came to the realization Lhal it was notjust bocause she was not working 
cul, Her exereise tolerance was less, and even when she worked out more, she 
did not improvc, Thercfore, a ťew months ago she :;íiw| | for an 

electrodiagrioslic study at St urdy Memoriál Ho špital, but before ihat study was 
completed, he requested tha'| |n)k<^^^^^m^ib] y 

becau.se of her prior training in ncuromuscuhir diseases | 
subsequenily did a very ihumm;h nerve co nd ucti on and HMG study on May 9, 
2003, which showed normál sensory and motor nerve conduction studies of the 
a rms and legs but chronic neurogenie changes in the proximal leg mu sel os 
biial erall v | Jsubsequeníly sa.w| |in consult&tlOll and 

perfbrmed additional testi ng, induding an M.RI of the iumbosaeral spině and a 
lumbar punctu re. Becausc of conc erng about mot or neuron discase, and in 
particular spinal museu lar atrophy| |asked me to seti her in 

consultatton. 
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Jdenies any problems with her arms. She denies any problems with 
swaliowiíip, or chewing. Thcrc has becn no change in her speech. She has 
royopia but no other change in her vision. She has no problém with bowel or 
b lad der function. She den i es any pain. She does note that she has diffteuity goirig 
up stairs and often has to use the rail. She also eannot get: oi.it of a chair without 
using her IkiikIs, If sht! is lired, she will begin lo íeel as if she is Iosing her 
balance, She does not know if she can mn because she has not tricd, She has nor 
noticed any deerease in the si ze of her legs. She den i es any sensory losy, 
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PAST MivDICAL HJ STOKY: SigniHcanl for aUcntíon deficit disorder and 
learníng disability díagnosed during high sehool. She has been on Ritalin sinee 
then and eontinues on 15 mg, t.i.d, She recently had an evaluation in Boston by a 
neuropsyehologist, the resutts of which are unknown to me. An M.R.Í of her brain 
was suggested which she recently had at Sturdy Memoriál Hospital, and T do not 
háve that report either, 
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FAMILY Hl STOKY: Positive fbr multiple sclerosis on her mothcr*s síde in an 
tmele and a cousin. Her mother has chronic Lymc discasc and, in fact, severa! 
other farní ly mombers havc also had Lyme disease (she i ^ from Old .Lyme, 
Conncciicui). Her father died in 1997 of myclodysplasia. 

SOCIÁL Hl STOKY; Shc went tol Bbr high school and 

eomploted fouť years of cotlege at | |. graduatíng with a 

Bachelor o f Fine Arts. Shc does not smolce, She uses aleohol oiúy socially^ihe 
currently li ves with iwo roomrnatos and works as a fabríe designér tni 

ROVIEW OF SYSTEMS: The review is documented on the hbíory tbrm shc 
lil led out and is positive for some weight change, joiiil pain, and weakness. 

EXAMINATION: Shc is awukc, alert, oriented x 4 Ť fluent, and eooperative, She 
iooks her stated age and is in no acute distress. She was in mi Id emotional 
dištress as she gavc mc the history, erying on one occasion and beinjg íeary-eyed 
on anolhcr. Her pulse and respiratory rate are normál. Shc has a normál 
LemperaLure, Cranial nerveš ILXII are completely imaci. Her funduj 
cxaminatioi) is normál. Motor examination shows good strength of all of her neck 
muscies, as well as her dcltoids, biceps, triceps, wrist extensors, fínger extensons, 
and inierossei bilaterally. In her lower extrernities, her iliopsoas is 4 bilaterally, 
quadriceps and her hamstrings are also 5. Ker tibialin anterior, íibialís 
posterior, peroneus longUB, gastroenemius> and exlunsor hallucis longus are also 
_S bilaterally. Her adduetors are 4 on the riglit and 4-t on the leíl Her gluteus 
medius is 4 bilaterally, Her gluteus maximus is 5 to 5- bilaterally, Her deep 
Lendon rellexes are 2+ and syniinetrieal in Ihc biceps, triceps, brachioradiftlis, 
knees, and anklcs, She has norma! tone in all four limbs. She has full range of 
motion in all joiius. Her plantar response* are downgoíng bilaterally. Her 
sensory examination is in ta Cl to touch, pin t and ví brat ion in all (buř limbs. Her 
llnger-nose-íínger, gait, stánce, and Romberg are normál. I dotéct no pal víc 
waddle when she walks. She has no Trendelenburg sign when she li fis one leg, 1 
(Ind no scoliosis. She is able to do one sit-up easily. She eannot. rifšc from a 
chair without using her hands. She eannot do a decp knee-bend. She can climb 
up oiuo n siool oasily with one leg. 

DATA: MRI of the cervical spině showed minímal levoseoliosis with its apex at 
C7 and mi id degenerative change, MRI of the lumbar spině was normál ftxcept 
for a 6 mm. exirasipmal synovial eyst adjacent to the Uuera) aspect of t he righi: 
íaect joint at L4-5. Spinal fluid examination showed O vvhite blood eells, a 
protein of 26, and a giucose of 57. The cerebrospinal fluid had a normál liPR, 
cryptococoal antigon, and Lyme tjter, Other laboratory work showed a CPK of 
222, which is mini maily elevated, She had a sedimen taliem rate of 6. She had a 
normál vitamin B12, íblate, Oreactive protein, and rheumatoid factor. 



7/1/03 



PAGE THREE 



ADDENDUM; 1 just received the report of her MRI of the brain which sJíQwcd 
globál eercbellar atropby and a smáli area of FIA1R signál abnormality next to 
thc ríght temporal hom without enhanccment. 

IMPRESSTON; | |has mi Id bilatcral proximal leg weakncss which 

appoars to be indotently progressive over thc past six to sevcn years, She has nu 
Ta milý hislory, Thc EMG h suggcstivc of a ncurogenic proccss, which raiscs the 
íssue of whcther she might ha ve type lf) spinal museu lať atrophy, also known as 
Kugclberg-Welauder disease. Other possibilities ineludc myopathie entitics, such 
as muscular dystrophy, l do not béliěve she has amyotrophic lateral sekrosis oř 
juvettile amyotrophic hueral sclerosis. Thc abnormality on the MRI of her brain 
is intercsiing, but J su spéct it is long-term and unrelated to her progressive 
proximal leg weakness. 

í*l -AN; i have suggested that we obtaiu the genctic test for spinal muscular 
atrophy, which looking for deletioti in thc survivai motor neuron gene at 
chromozome 5, lf thatis positive, it would confirm a diagnosis of spinal 
museu I ar atrophy; and I would &ee her in retům for genctic counseling related to 
that. lf it is negativu, it does not completely exelude lhal diagnosis, but it would 
then rcquire a musel c biopsy to further pursue. I will arrange that appointment 
once the reflulta are back. 



